The Becker form of X linked muscular dystrophy is now well recognised, but other benign forms have occasionally been described. Dreifuss Case 1 was born on 9.5.54. He did not walk until about 15 months of age when he tended to walk on tip-toes. At the age of 9 he was unable to dorsiflex his feet beyond a right angle and contractures at the elbows were noted three years later. By 19 he had marked wasting and weakness of his biceps and triceps. Although there was some wasting of both thigh and calf muscles, power was normal, but no tendon reflexes were obtained. He Thomas et al,3 whose family showed predominant involvement of the scapular and distal leg muscles, had concluded that this was a quite different disease, although there were certain similarities. However, one of their patients also showed weakness of quadriceps and hamstring muscles.
Other authors have included under the term of Emery-Dreifuss syndrome patients with distal weakness. Rowland et aP4 reported a sporadic case with scapular winging and wasting and weakness of the deltoid, biceps, and triceps with the legs being normal, except for slight weakness of anterior tibial and peroneal muscles. Nevertheless, they considered that there was only one syndrome.
Hopkins et at5 referred to the Emery-Dreifuss 'humeroperoneal' muscular dystrophy with marked wasting and weakness of the peroneal muscles in the legs of their index patient. Dickey et at6 described two patients as having weakness that was more pronounced proximally in the arms and distally in the legs, while a third had proximal weakness as well. They emphasise the diagnostic pattern of early contractures in the absence of major weakness, a point noted in this family also. Facial involvement was present in all affected males. The distinction, then, between the Emery-Dreifuss, scapulohumeral, and other similar forms of muscular dystrophy is not entirely satisfactory, since it appears to be based mainly on the extent of involvement of the distal, as opposed to the proximal, muscles of the lower limbs and to a lesser extent also on the biceps and triceps being more affected than the scapular muscles. Yet shortening of the tendo Achilles, often requiring surgery, is characteristic. Part of the apparent variation may be purely descriptive, in that the musculature generally is poor, so that detailed comparisons of the weakness and wasting become difficult. It There are also a number of similar case reports,8 sometimes described under different names or with a different mode of inheritance or in insufficient detail to allow classification.
The features common to the reports reviewed here are childhood onset, early development of contractures, slow progression with absence of pseudohypertrophy, and later cardiac involvement.
What appears to differ is the muscle groups affected. The distribution which is characteristic of this and most other families is the striking involvement of the muscles attached to the humerus and tibia, so that the humerotibial form would perhaps be the most appropriate as well as a more descriptive name. Whether there are indeed two or more distinct forms, or whether the full range of the one syndrome has not yet been delineated, is uncertain at present. Analogy with other disorders would suggest heterogeneity as the more likely explanation. Proof that they are identical, allelic, or different should come from recombinant DNA studies.
